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High resolution karyotype in the father and mother were normal. In the father, a deletion in chromosome 22ql 1 was detected by means of FISH, using probe DO832.'
FISH was performed on 164 interphase chorionic villus cell nuclei using probe D0832. One signal was detected in 120 (73%), two signals in two (1%), and 42 nuclei (25%) could not be analysed or produced no signal. Only a single analysable metaphase was present, showing a signal in only one of the chromosomes 22. Two control samples from fetuses with a normal karyotype, 100 nuclei each, were analysed in parallel and showed a single signal in 10% and 17%, two signals in 60% and 66%, and no signal in 30% and 17%.
Ten additional, unrelated cases of Potter syndrome, caused by an isolated, severe urological malformation, were studied retrospectively by means of FISH, using probe D0832 on metaphase spreads from cultured fibroblasts. In none of these was a del(22ql 1) detectable.
Discussion
The index patient in this report had the Potter sequence, caused by unilateral renal agenesis and contralateral cystic renal dysplasia. The only associated malformation was the absence of the uterus and upper portion of the vagina, a condition known as the Von MayerRokitansky-Kuster (MRK) anomaly. The facial dysmorphism was compatible with deformations caused by oligohydramnios. After the diagnosis of VCFS in the father, a submicroscopic deletion in chromosome 22ql 1 was found in this fetus.
The clinical expression of a submicroscopic deletion in chromosome 22ql 1 is highly In the present patient, there was an associated MRK anomaly. Miillerian duct anomalies are frequently found in association with urological malformations suggesting that the Miillerian and Wolffian ducts belong to the same developmental field.'4 1 ' It can be expected that uterine malformations will be found with greater frequency in females with the VCFS, and possibly also anomalies of the vas deferens in males with VCFS.
The different urological malformations in VCFS probably result from abnormal development of the ureter bud. '7 In the present patient, a multicystic and dysplastic kidney was found on one side, with intact ureter, suggesting that this was caused by an early and total pelviureteral junction obstruction (PUJO). Renal agenesis, as found on the contralateral side in this patient, can result from the lack of induction of the metanephric blastema by the ureter bud. Alternatively, renal agenesis can also result from the regression of a multicystic kidney. ' We thank Dr P Scambler for his generous gift of the probe
